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Entry information 
Entry name 

Primary accession number 
Secondary accession numbers 
Integrated into Swiss-Prot on 
Sequence was last modified on 
Annotations were last modified on 

Protein name 
Synonyms 



Gene name 
From 

Taxonomy 

Protein existence 

[1] NUCLEOTIDE SEQUENCE [MRNA]. 

TISSUE=Brain; 

D0I=1 0.1 01 6/50304-4165(98)001 70-6; PubMed=1 0076063 [NCBi, ExPASy, EBi, Israel, Japan] 
Kumagai H., Kawamura Y., Yanagisawa K., Komano H.; 

"Identification of a human cDNA encoding a novel protein structurally related to the yeast membrane- 
associated metalloprotease, Ste24p."; 
Biochim. Biophys. Acta 1426:468-474(1999). 



FACE1_HUMAN 
075844 

Q8NDZ8 Q9UBQ2 
July 15, 1999 

April 27, 2001 (Sequence version 2) 
September 2, 2008 (Entry version 78) 

CAAX prenyl protease 1 homolog 

EC 3.4.24.84 

Prenyl protein-specific endoprotease 1 
Farnesylated proteins-converting enzyme 1 
FACE-1 

Zinc metalloproteinase Ste24 homolog 

Name: ZMPSTE24 
Synonyms: FACE1, STE24 

Homo sapiens (Human) [TaxlD: 9606] 

Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; 
Mammalia; Eutheria; Euarchontoglires; Primates; Hapiorrhini; 
Catarrhini; Hominidae; Homo. 
1 : Evidence at protein level; 
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[2] NUCLEOTIDE SEQUENCE [MRNA]. 

TISSUE=B-cell, and Fetal brain; 

DOI=10.1Q83/jcb,142.3.635; PubMed=9700155 [NCBI, ExPASy, EBi, Israel, Japan] 

Tarn A., Nouvet F.J., Fujimura-Kamada K., Slunt H., Sisodia S.S., Michaeiis S.; 

"Dual roles for Ste24p in yeast a-factor maturation: NH2-terminal proteolysis and COOH-terminal CAA> 

processing."; 

J. Ceil Biol. 142:635-649(1998). 
[3] NUCLEOTIDE SEQUENCE [MRNA]. 
TISSUE=Ovary; 

D0I=1 0.1 006/geno.1 999.5834; PubMed=1 0373325 [NCBI, ExPASy, EBI, Israel, Japan] 
Freije J.M.P., Biay P., Pendas A.M., Cadinanos J., Crespo P., Lopez-Otin C; 

"Identification and chromosomal location of two human genes encoding enzymes potentially involved in 
proteolytic maturation of farnesylated proteins."; 

Genomics 58:270-280(1999). 
[4] NUCLEOTIDE SEQUENCE [LARGE SCALE GENOMIC DNA]. 

DOI=10.1038/nature04727; PubMed=1 671 0414 [NCBI, ExPASy, EBI, Israel, Japan] 

Gregory S.G., Barlow K.F., McLay K.E., KauS R., Swarbreck D., Dunham A., Scott C.E., Howe K.L., 

Woodfine K., Spencer C.C.A., Jones M.C., Gillson C, Searle S., Zhou Y., Kokocinski F., McDonald L, 

Evans R., Phillips K., Atkinson A., El , Bentley D.R.; 

"The DNA sequence and biological annotation of human chromosome 1."; 

Nature 441:31 5-321 (2006). 
[5] NUCLEOTIDE SEQUENCE [LARGE SCALE MRNA], AND VARIANT ALA-137. 

TISSUE=Testis; 

DOI=10.1101/gr.2596504; PubMed=1 5489334 [NCBI, ExPASy, EBI, Israel, Japan] 
The MGC Project Team; 

"The status, quality, and expansion of the NIH full-length cDNA project: the Mammalian Gene Collectior 
(MGC)."; 

Genome Res. 14:2121-2127(2004). 
[6] VARIANT MADB ARG-340. 

DOI=10.1093/hmg/ddg213; PubMed=1 291 3070 [NCBi, ExPASy, EBi, Israel, Japan] 
Agarwal A.K., Fryns J. -P., Auchus R.J., Garg A.; 

"Zinc metalloproteinase, ZMPSTE24, is mutated in mandibuloacral dysplasia."; 

Hum. Mol. Genet. 12:1995-2001(2003). 
[7] INVOLVEMENT IN LETHAL TIGHT SKIN CONTRACTURE SYNDROME. 

DOI=10.1093/hmg/ddh265; PubMed=1 531 7753 [NCBi, ExPASy, EBi, Israel, Japan] 
Navarro C.L., De Sandre-Giovannoli A., Bernard R., Boccaccio I., Boyer A., Genevieve D., Hadj-Rabia 
S., Gaudy-Marqueste C, Smitt H.S., Vabres P., Faivre L, Verioes A., Van Essen T., Flori E., Hennekar 
R., Beemer F.A., Laurent N., Le Merrer M., Cau P., Levy N.; 

"Lamin A and ZMPSTE24 (FACE-1) defects cause nuclear disorganization and identify restrictive 
dermopathy as a lethal neonatal laminopathy."; 

Hum. Mol. Genet. 13:2493-2503(2004). 

Comments 

• FUNCTION: Proteolytically removes the C-terminal three residues of farnesylated proteins. Acts on 
lamin A/C. 

• CATALYTIC ACTIVITY: The peptide bond hydrolyzed can be designated -C-|-A-A-X in which C is an 
S-isoprenylated cysteine residue, A is usually aliphatic and X is the C-terminal residue of the substral 
protein, and may be any of several amino acids. 

• COFACTOR: Binds 1 zinc ion per subunit J - * „ . . 

• SUBCELLULAR LOCATION: Endoplasmic reticulum membrane; Multi-pass membrane protein. Golc 
apparatus membrane; Multi-pass membrane protein , o . 

• TISSUE SPECIFICITY: Widely expressed. High levels in kidney, prostate, testis and ovary. 

• DISEASE: Defects in ZMPSTE24 are the cause of mandibuloacral dysplasia with type B lipodystroph 
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(MADB) [MIM:608612]. Mandibuloacral dysplasia (MAD) is a rare autosomal recessive disorder 
characterized by mandibular and clavicular hypoplasia, acroosteolysis, delayed closure of the cranial 
suture, joint contractures, and types A or B patterns of lipodystrophy. Type B lipodystrophy observed 
MADB, is characterized by generalized fat loss. 

• DISEASE: Defects in ZMPSTE24 are a cause of lethal tight skin contracture syndrome [MIM:275210; 
also called restrictive dermopathy (RD). Lethal tight skin contracture syndrome is a rare disorder 
mainly characterized by intrauterine growth retardation, tight and rigid skin with erosions, prominent 
superficial vasculature and epidermal hyperkeratosis, facial features (small mouth, small pinched nos 
and micrognathia), sparse/absent eyelashes and eyebrows, mineralization defects of the skull, thin 
dysplastic clavicles, pulmonary hypoplasia, multiple joint contractures and an early neonatal lethal 
course. Liveborn children usually die within the first week of life. The overall prevalence of 
consanguineous cases suggested an autosomal recessive inheritance. 

. SIMILARITY: Belongs to the peptidase M48A family [view classification]. 

• WEB RESOURCE: Name=GeneReviews; URL= ,, http://www.genetests.org/query?gene=ZMPSTE24" 

Copyrighted by the UniProt Consortium, see http://www.uniprot.org/tern-is. Distributed under the Creative Commons Attribution- 
NoDerivs License. 

Sequence databases 

AB01 6068; BAA33727.1 ; -; mRNA. [EMBL / GenBank / DDBJ] [CoDingSequence] 

AF064867; AAC68866.1 ; -; mRNA. [EMBL / GenBank / DDBJ] [CoDingSequence] 

EMBL Y13834; CAB46277.1 ; -; mRNA. [EMBL / GenBank / DDBJ] [CoDingSequence] 

AL050341; CAB81610.1; -; Genomic_DNA.[EMBL / GenBank / DDBJ] [CoDingSequence] 
BC037283; AAH37283.1 ; -; mRNA. [EMBL / GenBank / DDBJ] [CoDingSequence] 

RefSeq NP 005848.2; -. 
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3D structure databases 

ModBase 075844. 

Protein-protein interaction databases 

IntAct 075844; -. 

Protein family/group databases 

MEROPS M48.003;-. 

Organism-specific databases 

H-lnvDB HIX0000469; -. 

HGNC HGNC:12877;ZMPSTE24. 

GenAtlas ZMPSTE24. 

HPA HPA006988;-. 

275210; phenotype. [NCBI / EBI] 

MIM 606480; gene. [NCBI / EBI] 

608612; phenotype. [NCBI / EBI] 

n . . 1662; Dermopathy restrictive lethal. 

urpnanet 245y . Mandibu | oacra | dysplasia. 

PharmGKB PA37466;-. 

GeneCards 075844. 

Gene expression databases 

ArrayExpress 075844; -. 

Clean Ex HS ZMPSTE24; -. 

GermOnline ENSG00000084073; Homo sapiens. 
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GO:0008235; Molecular function: metalloexopeptidase activity (traceable author statement 
from Protlnc). 

GO GO:0008508; Biological process: proteolysis (traceable author statement from Protlnc). 

QuickGo 
view. 

Family and domain databases 

IPR006025; Pept_M_Zn_BS. 
InterPro IPR001915; Peptidase_M48. 

Graphical view of domain structure. 
Pfam PF01435; Peptidase_M48; 1. 

Pfam graphical view of domain structure. 
PROSITE PS00142;ZINC_PROTEASE; FALSE NEG. 
BLOCKS 075844. 
Proteomic databases 
PeptideAtlas 075844;-. 
Genome annotation databases 

Ensembl ENSG00000084073; Homo sapiens. [Contig view] 

GenelD 10269;-. 

KEGG hsa:10269;-. 

Phylogenomic databases 

HOGENOM 075844;-. 

HOVERGEN 075844; -. 

Other 

SOURCE ZMPSTE24; Homo sapiens. 
ProtoNet 075844. 

UniRef View cluster of proteins with at least 50% / 90% / 1 00% identity. 

Disease mutation; Endoplasmic reticulum; Goigi apparatus; Hydrolase; Membrane; Metal-binding; 
Metalioprotease; Polymorphism; Protease; Transmembrane; Zinc. 
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W -> R (in MADB) . VAR_0 19308 
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CONFLICT 16 16 E -> K (in Ref . 1; BAA33727). 

Length: 475 AA [This is the Molecular weight: 54813 Da [This rRPfi4 . RP4P1 nFR p F F rThi . 
length o, the unprocessed is the MW o, the unprocessed [Th ' S 
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